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CI.AIMS: 

, A method for detecting the presence or absence of twdtfemutations in the cystic 
fibrosis transmembrane conductor regulator (CFTR) gene/hich method comprises 
contacting sample genomic DNA from an individual^ separate reaction vessels wrth 
allele specific primer sets for (A) 1717-1 0>A, GS^X, W1282X, N1303K, AF508(M), 
3849 + 10kb OT mutations and (B) the 621-^T, R553X, G551D, WITH, Rl 162X and 
R334W mutations respectively, in the p/nce of appropriate nucleotide triphosphates and an 
agent for polymerisation, such mat e/ diagnostic primer is extended only when the relevant 
mutation is present in the sample/d detecting the presence or absence of CFTR gene alleles 
by reference tiHjie presence ^absence of diagnostic primer extension product©. 



2 A method as \aimed in clairiff and wherein one or more diagnostic primers is used 
with one or more ampWon primers in one or more cycles of PCR amplification. 
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3 A set of allele spLfic primers for each of the following alleles of the CFTR gene. 
1717-1 G>A, G542X, WlW N1303K, AF508(M), and 3849 + 10kb OT notation*. 



4. A set of primers as claimed in clahn 3 and comprising the follo>«g^gnosti C primer 

sequences: 
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TCTTGGGATTCAATAA^^rnpCAACAGTCA 
TACTAAAAGTGAGT^T^AATTTTCTATTTTTGGTAATTA 

AGTTTGC^^AGAAAGACAATATAGTTCTCT 
TGAjeACTCCACTGTTCATAGGGATCCATC 
5TATCTATATTCATCATAGGAAACACCATT 
ACATTTCCTTTCAGGGTGTCTGACTAA 



^§5> A set of allele spW primers for each of the following alleles of the CFTR gene. 
°W 621+1 G>T, R553X, G5sV> M 17H, Rl 162X and R334W mutations. 

cy 



A set of primers as claimed in claim 



sequences: 




{raising the following diagnostic primer 



70308 

-22- 



GTATCTATATTCATCATAGGAAACACpACA 
TGCCATGGGGCCTGTGCAAG^GTATTGA 
AGCCTATGCCTA^TAAA^eGCGATAGACT 
CCTATGCACTAAf^GGAATCATCCTGT 

GCTAAAGAAATTdTTGOTCGTTGTT 
GACTGACJ^ACTGACTGACTCTGACTGACTTATTCA 

CCTTpdTAAAGAAATTCTTGCTGA 
TAmTTATTTCAGATGCGATCTGTGAGTT 



7 . A set of primers comprising 
sequences: 



the following diagnostic primer and amplification primer 



TCTTGGGATTCAATAACTTTGCAACAGTCA 

G AATTC C CAAACTTTT AG AG AC ATC 
TACTAAAAGTGACTCTCTAATTTTCTATTTTTGGT/ 
AGTTTG C AG AG AAAG ACAATATAGTTCTCT 
TAATCTCTACCAAATCTGGATACTATACC 
TGATCACTCCACTGTTCATAGGGATCC^TC 
AATTTGAGAGAACTTGATGGTAAGJACA 
GTATCTATATTCATCATAGGyO^ACCATT 
CCAGACTTCACTTCTAA^A^TT^TGGG 

AC ATTTC CTTTCAG G GT^1uT\3AGTAA 
TTGTGGATCAAATTTOAGTTGACTTGTCATC 



8 . A set of primers comprisinj 
sequences: 



fae following diagnostic primer and amplification primer 



rATCTATATTCATCATAGGAAACACCACA 
/GACTTCACTTCTAATGATGATTATGGGAGA 
TGCCATGGGGCCTGTGCAAGGAAGTATTGA 
AGCCTATGCCTAGATAAATCGCGATAGACT 
GTTTCACATAGTGTATGACCCTCTATATACACTCATT 
CCTATGCACTAATCAAAGGAATCATCCTGT 
TTTGTTTATTGCTCCAAGAGAGTCATACCA 
GCTAAAGAAATTCTTGCTCGTTGTT 
GACTGACTGACTGACTGACTCTGACTGACTTATTCA 
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CCTTGCTAAAGAAATTCTTGCTGA 
TAAAATTGGAGCAATGTTG Mill GACC 
TATTTTTATTTCAGATGCGATCTGTJ 
TTTTGCTGTGAGATCTTTGApA&TCATTT 



9. A set of primers as claimed, 
more of the following contrqj^nmera 



}one of the previous claims and comprising one or 

A 



GAGCACAGTACGAAAAACCACCT 
AAACTTTTACAGGGATGGAGAACG 
AGAGGATTATCTATGCAAATCCTTGTAACC 
TCAACTTCACTATCAAAAGTCATCATCTAG 



10. A diagnostic kit for detecting / 



£sence or absence of twelve mutations in the cystic 



fibrosis transmembrane condtettt regulator (CFTR) gene which comprises sets of primers 
as claimed in any ^f the pre\ ^6«s-ekHras. 






